Summary and conclusions
Introduction
The indications for chromosome analysis within the newborn period are well established. A suspected chromosomal syndrome, usually trisomy 21, is the most common reason for a request for chromosome studies. Other indications include multiple congenital malformations, ambiguous genitalia, or "an odd-looking baby."
The Kennedy-Galton Centre for clinical genetics provides a comprehensive clinical genetics service, including facilities for Kennedy In this way the risk of parents obtaining conflicting opinions is minimised at a time when they are struggling to come to terms with the birth of an abnormal baby.
The present survey analyses the outcome of 140 such visits in order to assess the contribution of chromosome analysis and an early opinion by a geneticist to the diagnosis of the malformed infant.
Materials and methods
All the cases were referred by a clinician or pathologist within two weeks of birth specifically for chromosome analysis, and were assessed by a member of the Kennedy-Galton staff within that period. Both stillbirths and liveborn infants were included in the series. We report 140 consecutive cases seen over a three-year period . Most karyotypes were analysed from lymphocyte cultures. G-banding was routinely carried out, and other staining methods were used where indicated. Occasionally, fibroblast cultures were established and analysed to exclude mosaicism or, in the case of stillborn infants, where viable blood samples were not available. During the three-year period a total of 992 lymphocyte cultures were carried out for diagnostic purposes at the Kennedy-Galton Centre; therefore the present sample represents a subset of around 14% .
When a specific diagnosis was suggested by the clinician as a reason for referral this was recorded. Only diagnoses made from clinical and pathological material obtained in the newborn period are included in the analysis. Infants undiagnosed in the newborn period-but subsequently given a diagnosis on reassessment at a later age-are labelled as undiagnosed.
Cases were classified into groups according to reason for referral. One of five reasons for referral was usually given: (i) suspected Down's syndrome; (ii) suspected chromosome abnormality specified by name (other than Down's syndrome); (iii) specified malformations; (iv) ambiguous genitalia; or (v) odd-looking baby-that is, dysmorphic facial features with no other malformations.
The final "diagnoses" are classified after Smith.' Known aetiology-(i) Down's syndrome (including translocation cases); (ii) other chromosomal abnormalities; or (iii) single gene abnormalities.
Unknown aetiology-(i) Anomalads (defined as a malformation together with its subsequently derived structural changes-for instance, Robin anomalad); (ii) recognised syndromes and associations of unknown aetiology; or (iii) sporadic, ideopathic malformations (not recognised to be a specific syndrome).
No diagnosis (including ambiguous genitalia).
Results
The The other autosomal and sex chromosomal aneuploidies were usually referred with the specific diagnosis already suggested; however, some cases with rarer manifestations, such as radial aplasia in trisomy 18, were not diagnosed clinically.
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